Brain CT and MR findings in hyperphenylalaninemia due to dihydropteridine reductase deficiency (variant of phenylketonuria).
Two siblings with malignant hyperphenylalaninemia were examined by magnetic resonance (MR) imaging and CT of the brain. Both techniques demonstrated diffuse cerebral atrophy and cystic loss of parenchyma with surrounding white matter changes. T2-weighted MR images demonstrated the white matter changes better than CT. However, MR images gave no definite indication of the presence of calcification, and CT demonstrated the characteristic calcifications in the basal ganglia and subcortical region bilaterally. Both MR and CT are complementary in the evaluation of this disease.